We present a patient with a balanced de novo X;3 translocation. A review of the phenotypes and patterns of X inactivation in patients with balanced X;autosome translocations reveals the complexities of X chromosome inactivation.
Up to mid 1979, 102 cases of balanced and unbalanced X;autosome translocations have been the subjects of 53 reports. These cases have provided information on the patterns of inactivation of the X chromosome and on the relative position of various loci on this chromosome. Associated with these chromosomal rearrangements are a variety of clinical findings including amenorrhoea, hypogonadism, and multiple congenital anomalies and mental retardation (MCA-MR) in the majority of the balanced carriers and MCA-MR syndromes in the unbalanced carriers.
We present a patient with a balanced de novo X;3 translocation. A review of the phenotypes and patterns of X inactivation in patients with balanced X;autosome translocations reveals the complexities of X chromosome inactivation.
The patient has three sisters, all of whom have had normal sexual development. There is no family history of similar developmental disorders. There was no consanguinity between the parents. The ages of the mother and father at the time of the patient's birth were 33 and 35 years, respectively.
A buccal smear was 24 % positive for sex chromatin. The Barr bodies appeared normal in size. Karyotype analysis from peripheral blood revealed a balanced X;3 translocation (fig 1) . The G banded karyotype was 46,X,t(X;3)(Xpter-*Xq22::3pl 1l* 3pter;3qter-*3pl I :Xq22-*Xqter). Fig 2 
